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Table 7. Pathologic Allelic Variants of FLNA 

Sex Diagnosis Mutation 1 Exon Predicted Substitution 

M OPD2 509A→C 3 Q170P 

M OPD1 514C→T 3 L172F 

M OPD1 586C→T 3 R196W 

M OPD2 586C→G 3 R196G 

M OPD2 598G→T 3 A200S 

M OPD1 620C→T 3 P207L 

M OPD2 760G→A 5 E254K 

M OPD2 817G→C 5 A273P 

F OPD2 1664C→A 11 T555K 

M FMD 3476A→C 22 D1159A 

F MNS 3552C→A 22 D1184E 

M FMD 3557C→T 22 S1186L 

F MNS 3562G→A 22 A1188T 

F MNS 3596C→T 22 S1199L 

F OPD2 4838_4846delins35 29 G1614_Y1616delins12 

M FMD 4858_4860del 29 I1620del 

F FMD 4904_4912del 29 R1635_V1637del 

F OPD2 4934G→T 29 C1645F 

F FMD 7315C→A 45 L2439M/L2439del7 
Robertson et al [2003], Zenker et al [2004], Giuliano et al [2005], Stefanova et al [2005] 
1. Mutation coordinates from reference sequence NM_001110556 
 
 


